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3 <110> APPLICANT: Schutte, Brian C. 

4 Murray, Jeffrey C. 

5 Kondo, Shinji 

6 Dixon, Michael J. 

8 <120> TITLE^OF INVENTION: IRF6 POLYMORPHISMS ASSOCIATED WITH CLEFT LIP AND/OR PALATE 
10 <130> FILE REFERENCE: P06215US01 
C— > 12 <140> CURRENT APPLICATION NUMBER: US/10/840 , 139B 

13 <141> CURRENT FILING DATE: 2004-05-06 

15 <150> PRIOR APPLICATION NUMBER: US 60/468,191 

16 <151> PRIOR FILING DATE: 2003-05-06 
18 <160> NUMBER OF SEQ ID NOS : 4 

20 <170> SOFTWARE: Patent In version 3.3 

22 <210> SEQ ID NO: 1 

23 <211> LENGTH: 2171 

24 <212> TYPE: DNA 

25 <213> ORGANISM: Homo sapiens 

28 <220> FEATURE: 

29 <221> NAME/KEY: 5 1 UTR 

30 <222> LOCATION: (215) (215) 

32 <220> FEATURE: 

33 <221> NAME/KEY: variation 

34 <222> LOCATION: (216) (216) 

35 <223> OTHER INFORMATION: Frame shift to encode a MET. A to T (exon 2). 

37 <220> FEATURE: 

38 <221> NAME/KEY: variation 

39 <222> LOCATION: (216) (216) 

40 <223> OTHER INFORMATION: Shift to encode alternate MET. A to T (exon 2). 

42 <220> FEATURE: 

43 <221> NAME/KEY: CDS 

44 <222> LOCATION: (264 )..( 1667 ) 
4 6 <220> FEATURE: 

47 <221> NAME/KEY: variation 

48 <222> LOCATION: (266) .. (266) 

4 9 <223> OTHER INFORMATION: G to A (exon 3) 

51 <220> FEATURE: 

52 <221> NAME/KEY: variation 

53 <222> LOCATION: (268).. (268) 

54 <223> OTHER INFORMATION: C to T (exon 3) 

56 <220> FEATURE: 

57 <221> NAME/KEY: variation 

58 <222> LOCATION: (280) .. (280) 

59 <223> OTHER INFORMATION: 17ins (C) (exon 3) 
61 <220> FEATURE: 
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62 <221> NAME/KEY: variation 

63 <222> LOCATION: (312).. (312) 

64 <223> OTHER INFORMATION : 4 9del (CAGGTGGATAGTGGCC (exon 3) 

66 <220> FEATURE: 

67 <221> NAME /KEY: variation 

68 <222> LOCATION: (315).. (315) 

69 <223> OTHER INFORMATION: G to A (exon 3) 

71 <220> FEATURE: 

72 <221> NAME/KEY: variation 

73 <222> LOCATION: (316) (316) 

74 <223> OTHER INFORMATION: T to C (exon 3) 

76 <220> FEATURE: 

77 <221> NAME/KEY: variation 

78 <222> LOCATION: (332) (332) 

79 <223> OTHER INFORMATION: C to A (exon 3) 

81 <220> FEATURE: 

82 <221> NAME/KEY: variation 

83 <222> LOCATION: (378) (378) 

84 <223> OTHER INFORMATION: C to G (exon 3) 

86 <220> FEATURE: 

87 <221> NAME /KEY: variation 

88 <222> LOCATION: (441).. (441) 

8 9 <223> OTHER INFORMATION: T to G (exon 4) 

91 <220> FEATURE: 

92 <221> NAME/KEY: variation 

93 <222> LOCATION: (460).. (460) 

94 <223> OTHER INFORMATION: C to G (exon 4) 

96 <220> FEATURE: 

97 <221> NAME/KEY: variation 

98 <222> LOCATION: (465).. (465) 

99 <223> OTHER INFORMATION: C to T (exon 4) 

101 <220> FEATURE: 

102 <221> NAME/KEY: variation 

103 <222> LOCATION: (471) .. (471) 

104 <223> OTHER INFORMATION: G to C (exon 4) 

106 <220> FEATURE: 

107 <221> NAME/KEY: variation 

108 <222> LOCATION: (489) (489) 

109 <223> OTHER INFORMATION: C to T (exon 4) 

111 <220> FEATURE: 

112 <221> NAME/KEY: variation 

113 <222> LOCATION: (507).. (507) 

114 <223> OTHER INFORMATION: C to A (exon 4) 

116 <220> FEATURE: 

117 <221> NAME/KEY: variation 

118 <222> LOCATION: (513) .. (513) 

119 <223> OTHER INFORMATION: C to T (exon 4) 

121 <220> FEATURE: 

122 <221> NAME/KEY: variation 
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123 <222> LOCATION: (514).. (514) 

124 <223> OTHER INFORMATION: G to 

126 <220> FEATURE: 

127 <221> NAME /KEY: variation 

128 <222> LOCATION: (525).. (525) 

129 <223> OTHER INFORMATION: A to 

131 <220> FEATURE: 

132 <221> NAME /KEY : variation 

133 <222> LOCATION: (528).. (528) 

134 <223> OTHER INFORMATION: A to 

136 <220> FEATURE: 

137 <221> NAME/KEY: variation 

138 <222> LOCATION: (531) .. (531) 

139 <223> OTHER INFORMATION: A to 

141 <220> FEATURE: 

142 <221> NAME /KEY: variation 

143 <222> LOCATION: (537).. (537) 
14 4 <223> OTHER INFORMATION: G to 

146 <220> FEATURE: 

147 <221> NAME /KEY : variation 

148 <222> LOCATION: (555) (555) 
14 9 <223> OTHER INFORMATION: G to 

151 <220> FEATURE: 

152 <221> NAME/KEY: variation 

153 <222> LOCATION: (615).. (615) 

154 <223> OTHER INFORMATION: C to 

156 <220> FEATURE: 

157 <221> NAME/KEY: variation 

158 <222> LOCATION: (729) .. (729) 

159 <223> OTHER INFORMATION: 466ins(C) (exon 5) 

161 <220> FEATURE: 

162 <221> NAME/KEY: variation 

163 <222> LOCATION: (821).. (821) 

164 <223> OTHER INFORMATION: C to A (exon 6) 

166 <220> FEATURE: 

167 <221> NAME /KEY: variation 

168 <222> LOCATION: (839) .. (839) 

169 <223> OTHER INFORMATION: G to A (exon 6) 

171 <220> FEATURE: 

172 <221> NAME/KEY: variation 

173 <222> LOCATION: (897).. (897) 

174 <223> OTHER INFORMATION: 634ins (CCAC) (exon 6) 

176 <220> FEATURE: 

177 <221> NAME/KEY: variation 

178 <222> LOCATION: (920).. (920) 

179 <223> OTHER INFORMATION: 657del (CTCTCTCCC) ins (TA) (exon 6) 

181 <220> FEATURE: 

182 <221> NAME/KEY: variation 

183 <222> LOCATION: ( 1007 )..( 1007 ) 



A (exon 4) 



C (exon 4) 



G (exon 4) 



G (exon 4) 



T (exon 4) 



C (exon 4) 



T (exon 4) 
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184 <223> OTHER INFORMATION: 7 4 4del (CTGCC) (exon 7) 

186 <220> FEATURE: 

187 <221> NAME /KEY : variation 

188 <222> LOCATION: (1012) (1012) . 

189 <223> OTHER INFORMATION: G to A (exon 7) 

191 <220> FEATURE: 

192 <221> NAME/KEY: variation 

193 <222> LOCATION: ( 1022 )..( 1022 ) 

194 <223> OTHER INFORMATION: T to A (exon 7) 

196 <220> FEATURE: 

197 <221> NAME/KEY: variation 

198 <222> LOCATION: ( 1058 ).. (1058) 

199 <223> OTHER INFORMATION: 795del(C) (exon 7) 

201 <220> FEATURE: 

202 <221> NAME/KEY: variation 

203 <222> LOCATION: (1081) (1081) 

204 <223> OTHER INFORMATION: A to G (exon 7) 

206 <220> FEATURE: 

207 <221> NAME/KEY: variation 

208 <222> LOCATION: (1105) (1105) 

209 <223> OTHER INFORMATION: 842del(A) (exon 7) 

211 <220> FEATURE: 

212 <221> NAME/KEY: . variation 

213 <222> LOCATION: ( 1133) (1133) 

214 <223> OTHER INFORMATION: 870del (CACTAGCAAGCTGCTGGAC) Ins (A) (exon 7) 

216 <220> FEATURE: 

217 <221> NAME/KEY: variation 

218 <222> LOCATION: (1144 ).. (1144) 

219 <223> OTHER INFORMATION: T to C (exon 7) 

221 <220> FEATURE: 

222 <221> NAME /KEY : variation 

223 <222> LOCATION: ( 1152 )..( 1152 ) 

224 <223> OTHER INFORMATION: G to A (exon 7) 

226 <220> FEATURE: 

227 <221> NAME /KEY: variation 

228 <222> LOCATION: (1221) (1221) 

229 <223> OTHER INFORMATION: A to G (exon 7) 

231 <220> FEATURE: 

232 <221> NAME/KEY: variation 

233 <222> LOCATION: ( 1224 )..( 1224 ) 

234 <223> OTHER INFORMATION: G to A (exon 7) 

236 <220> FEATURE: 

237 <221> NAME/KEY: variation 

238 <222> LOCATION: ( 1237 )..( 1237 ) 

239 <223> OTHER INFORMATION: G to A (exon 7) 

241 <220> FEATURE: 

242 <221> NAME/KEY: variation 

243 <222> LOCATION: ( 1297 )..( 1297 ) 

244 <223> OTHER INFORMATION: T to C (exon 7) 
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24 6 <220> FEATURE: 

247 <221> NAME /KEY : variation 

248 <222> LOCATION: ( 1303 )..( 1303 ) 

249 <223> OTHER INFORMATION: G to T (exon 7) 

251 <220> FEATURE: 

252 <221> NAME/KEY: variation 

253 <222> LOCATION: ( 1369) ..( 1369) 

254 <223> OTHER INFORMATION: T to C (exon 8) 

256 <220> FEATURE: 

257 <221> NAME/KEY: variation 

258 <222> LOCATION: ( 1385) ..( 1385 ) 

259 <223> OTHER INFORMATION: C to G (exon 8) 

261 <220> FEATURE: 

262 <221> NAME/KEY: variation 

263 <222> LOCATION: (1425) (1425 ) 

264 <223> OTHER INFORMATION: A to G (exon 8) 

266 <220> FEATURE: 

267 <221> NAME/KEY: variation 

268 <222> LOCATION: (1440) (1440) 

269 <223> OTHER INFORMATION: C to T (exon 8) 

271 <220> FEATURE: 

272 <221> NAME /KEY : variation 

273 <222> LOCATION: ( 14 97 ) . . ( 14 97 ) 

274 <223> OTHER INFORMATION: C to T (exon 9) 

27 6 <220> FEATURE: 

277 <221> NAME/KEY: variation 

278 <222> LOCATION: (1551) (1551) 

279 <223> OTHER INFORMATION: G to A (exon 9) 

281 <220> FEATURE: 

282 <221> NAME/KEY: variation 

283 <222> LOCATION: ( 164 4 ) . . ( 164 4 ) 

284 <223> OTHER INFORMATION: 1381ins (C) (exon 9) 

286 <400> SEQUENCE: 1 

287 gagctcggcg cacctgggct gggcaggtaa gggctggtgc gggacgggga gaggaacctg 

28 9 cagtccctac ttgggtagag ccaggcgccc cttggctaag acgtcgagga gcgtggtagc 
291 gacgggtgat cttcgctgcg gacttggttc ggagggacgt ccgcttctgg tggacagatt 
293 gagcaaagaa tctttgagcg gtcaagggaa agacaagccg actcttcaga tccctgtgga 

295 cacactgcct gctcttccat ate atg gec etc cac ccc cgc aga gtc egg eta 

296 Met" Ala Leu His Pro Arg Arg Val Arg Leu 

297 1 5 10 

299 aag ccc tgg ctg gtg gec cag gtg gat agt ggc etc tac cct ggg etc 

300 Lys Pro Trp Leu Val Ala Gin Val Asp Ser Gly Leu Tyr Pro Gly Leu 

301 15 20 25 

303 ate tgg eta cac agg gac tct aaa cgc ttc cag att. ccc tgg aaa cat 

304 lie Trp Leu His Arg Asp Ser Lys Arg Phe Gin lie Pro Trp Lys His 

305 30 35 40 

307 gec acc egg cat age cct caa caa gaa gag gaa aat ace att ttt aag 

308 Ala Thr \Arg His Ser Pro Gin Gin Glu Glu Glu Asn Thr lie Phe Lys 

309 45 50 55 



60 
120 
180 
240 
293 



341 



389 



437 
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